Objective: To identify how patients with Turner syndrome perceive their condition.
Introduction
Turner syndrome (TS) occurs in approximately 1 in 2,130 female live births 1 and results from the presence of complete or partial X monosomy. The clinical manifestations of TS are short stature 2 the final height ranges, on ORIGINAL ARTICLE average, from 142 and 146.8 cm, but it may vary according to parental height 3, 4 and gonadal dysgenesis, which leads to primary amenorrhea, delayed pubertal development and infertility. 5 Some congenital and acquired anomalies can also be observed, such as cardiovascular and renal disorders, hearing impairment, hypertension, thyroid disorders, osteoporosis and obesity, among others. A wide variety of dysmorphic signs are observed: short and/or webbed neck, broad and shield chest, cubitus valgus, low posterior hairline, prominent and low-set ears, among others. 2 It is believed that the presence of so many signs and symptoms and their intensity may cause severe impairment to the psychological and social functioning of TS patients, due to the reaction of the patients or of other people to these characteristics.
Studies indicate that there is an increased risk of emotional and behavioral disorders, such as problems with social interaction and love relationships; immaturity; attention deficit/hyperactivity disorder; specific learning disabilities; social withdrawal; aggressive behavior; and low self-esteem. [6] [7] [8] [9] Some authors regard short stature as the major factor for emotional impact and as the reason for many psychosocial problems. [10] [11] [12] [13] [14] Other authors believe that the association between short stature and delayed maturation is accountable for a significant proportion of these problems, 7, 15 in addition to the interaction of several factors in the etiology of psychosocial problems associated with TS.
Studies demonstrate low self-esteem and impaired social competence in girls with TS comparatively to short girls with a normal karyotype. 15, 16 After the onset of adolescence most girls feel lonely and rejected by their peers. 17 Moreover, they often complain about their physical appearance. 16 In some studies, patients admit that they have social problems 7, 8, 17 and say that they are taunted by their peers and that they do not have close friends. 8, 9 In adulthood, these patients tend to lead a restricted social life. 18, 19 Quite often, parents overprotect these children, treating them according to their height and not according to their age, thus increasing their dependence and immaturity. 20, 21 In comparison with the population at large, women with TS usually have their first sexual experience much later, are sexually less active and tend not to get married. 6, 18, 19, [22] [23] [24] [25] [26] [27] Infertility also has an enormous emotional impact and may interfere with the sexuality and self-esteem of these patients. 28 As a matter of fact, older patients consider infertility to be the worst problem they have to deal with in TS. 26, 29 TS patients also need to be followed up by a physician and have to undergo (some invasive) exams throughout their lives. It is common knowledge that a chronic disease can also cause great emotional impact.
In view of the relevance of the problems described above, the aim of the present study was to evaluate the perception of TS patients in our setting about their medical condition and the factors associated with this syndrome that cause a stronger emotional impact, so as to develop a specific psychological care program and improve the followup of these patients.
Patients and methods
TS patients followed up at the Outpatient Clinic of Pediatric Endocrinology of Hospital das Clínicas of Universidade Estadual de Campinas (UNICAMP) were interviewed. This outpatient clinic currently attends to nearly 80 patients, who are followed up on a six-month basis; the patients are treated by resident doctors directly supervised by SHVLM, GGJ and MTMB, co-authors of the present study, who have been in charge of the clinic for 20 years. This way they can standardize the clinical investigation, therapies, and attitude towards patients and their families. Thirty-seven patients met the inclusion criteria: minimum age of 15 years and minimum followup of two years. These patients were selected because they had better knowledge about the disease and medical procedures. Only one patient refused to participate in the study. The study protocol was approved by the local Research Ethics Committee, and all patients (and legal guardians) signed an informed consent form.
Ages ranged from 15 to 25 years (mean 19.9 years). Age at diagnosis ranged between 0 and 18.1 years (mean 10.6 years) and the follow-up period varied from 2 to 19.6 years (mean 9.5 years). Karyotype 45,X was observed in 16 patients, sex chromosome mosaicism without structural aberrations (4 45,X/46,XX, 1 45,X/46,XY, 1 45,X/47,XYY ) in six, and structural aberrations of sex chromosomes with or without 45,X cell line mosaicism were detected in 14 patients (seven cases with an isochromosome for the long arm of the X chromosome, four cases of marker chromosomes, and three cases of ring X chromosomes. Twenty-two patients attended or had finished elementary school, 10 attended or had finished high school, and four were in college.
A questionnaire had to be devised for data collection, following pre-established guidelines. The questionnaire included closed and open-ended questions, as no standardized questionnaires are available for this population that allow assessing specific aspects of TS, which were the aim of this study: improved knowledge about the syndrome, about the reaction at the time of diagnosis, about the impact on current life, and about future expectations.
A pilot study was carried out with 10 patients (left out of the sample as they did not fully meet the inclusion criteria) in order to check whether the questionnaire was suitable for collection of the intended information. After that, patients were interviewed individually.
The data were typed into a database using Microsoft Excel ® , and later logged into the SPSS for Windows ® , version 10.0, for statistical analysis.
A descriptive analysis was made, followed by the comparison of proportions in order to check the effect of the level of education on the answers using the chi-square test with a significance level of 0.05. The effect of age, age at diagnosis, and length of follow-up on the answers was also checked using the Mann-Whitney test (two groups) or the Kruskal-Wallis test (other two groups).
Results
The results are shown in Table 1 .
Most patients said they had not understood the diagnosis of TS or that they could only understand it after some time. Although some patients said that this happened because of their young age at the time of diagnosis, most of them (78%) did not complain of not receiving specific information at that time, and said that none of the information they have today about TS was necessary at that time. Even though they say that they did not feel anything, one third of them said they felt concerned after the diagnosis. Most of them stated that their lives did not change after the diagnosis of TS; among those who believe their lives changed, most mentioned the necessity to follow a treatment and the improvements made through these changes.
When they were invited to convey messages to patients who could be diagnosed with TS, all of them gave positive messages, encouraging treatment, comforting and/or emphasizing the possibility of leading a normal life and being like other persons.
The level of education, age, age at diagnosis and length of follow-up did not have any effect on the answers with regard to the reaction of patients at the time of diagnosis. Concerning the comprehension of the diagnosis at that time, although some of the patients who said they could not understand it at that time were actually younger than the others, the mean ages at diagnosis (no understanding: 8.87 years; immediate understanding: 11.31 years; and understanding after some time: 11.23 years) do not show a statistically significant difference (Kruskal-Wallis test: χ 2 = 1.48; DF = 2; p = 0.477).
Although most patients mentioned TS as the reason for medical follow-up, 22% mentioned only some type of treatment for health problems. In addition, 36% believe their signs and symptoms are isolated problems instead of sharing a common etiology with TS.
In 42% of the cases, the patients could not explain the etiology of TS. On top of that, a significant number of patients did not mention the major signs of TS (short stature and signs related to hypogonadism) when they had to describe the signs of this syndrome.
When asked about the possibility of cure for TS, 44% gave an affirmative answer. The expectation of cure was more frequent among patients who had finished elementary school (12/22 or 55%) than among those who had finished high school (4/10 or 40%), and was not mentioned at all by any of the four patients who were in college. These differences are statistically significant (χ 2 = 11.02; DF = 4; p = 0.026). No other effect of the level of education, age, age at diagnosis and length of follow-up was observed on the pattern of answers.
Most patients said they felt good or normal about having TS. They mentioned several positive aspects of the treatment, especially growth in height and improvement in the quality of life. The negative aspects concerned invasive procedures/exams and the necessity of frequent medical appointments.
Even though one third of the patients said they did not worry specifically about any signs of TS, some of them admitted they were worried about infertility or short stature; the least frequent concerns were with delayed pubertal development or amenorrhea (8%), thyroid disorders (8%) or osteoporosis (8%). According to one third of the patients, TS interferes with their lives, especially with their social and professional lives (problems with social interaction and with getting a job) or by bringing them problems related to infertility.
In their daily routines, individual activities (e.g.: watching TV or doing household chores) and school and/or job activities predominate. Only 22% mentioned collective or group activities (e.g.: going to church, talking to friends, visiting relatives). Individual leisure activities (e.g.: reading, watching TV and listening to music) predominate over the collective ones.
Most patients said they would like to have a bigger circle of friends; however, only 36% admitted they had difficulty in making new friends or keeping the old ones, as a consequence of shyness or bashfulness.
Despite the fact that most patients showed a positive perception about their school and/or professional lives, 22% do not study or work and 14% complained of social interaction problems. Seventy-five percent mentioned having a good relationship with colleagues, teachers/ professors and/or boss, while 47% mentioned having a good family relationship.
Out of 36 interviewed patients, 30 said they did not have any love relationship. When asked about the reason, most of them declared they had not found the ideal partner yet (40%) and 37% said they did not feel like having a romance with anyone. For 13% of the patients this was related to their behaviors (especially shyness) while for 10% it was related to their physical appearance (especially because they did not feel pretty/attractive, and due to their short stature).
Seventeen patients (47%) said they would have a better social interaction if they did not have TS, especially because they would have a better self-esteem (47%), and also because they would have a boyfriend (12%) and more friends (12%).
When asked to describe themselves, 75% of the patients mentioned positive personality characteristics (e.g.: being cheerful, helpful, understanding), 47% mentioned negative characteristics (e.g.: being boring, shy, anxious and edgy) and 28% mentioned negative physical characteristics (e.g.: being fat and short). Twenty-three patients (64%) would like to change some characteristics, especially physical ones (mainly stature and weight).
Most patients considered themselves happy; 6% did not know/refused to answer the question. Among those who do not see themselves as happy, most mentioned the fact that they did not have a boyfriend or had TS. The level of education, age, age at diagnosis and length of follow-up did not have any effect on the answers with regard to the current impact of TS on the patients lives.
Over 50% of the patients still hope they will grow in height, and a little bit more than one fourth of them hope to develop secondary sexual characteristics; 14% want to be normal, 11% want to menstruate, 8% want to improve, 6% want to have children, 6% want to understand TS better. Their expectations about the future are mainly concerned with work (67%) and with the possibility of furthering their studies (64%), in addition to getting married (39%), having children (14%) and/or making a family (14%).
The mean age of the 19 patients (53%) who said they still have hopes of growing in height was 19.1 years, significantly lower than those who did not have this expectation (20.92 years) (Mann-Whitney test: p = 0.026). The mean age of the 10 patients (28%) who mentioned they wanted to develop secondary sexual characteristics (19.5 years) did not differ from those patients who did not have this expectation (20.7 years) (Mann-Whitney test: p = 0.658). The level of education, age at diagnosis and length of follow-up did not have any effect on the pattern of answers related to the future expectations of the patients.
Discussion
In comparison with other multiple congenital anomalies, TS patients present with several physical problems (short stature, hypogonadism and consequent infertility, obesity, malformations, and dysmorphisms), need continuous medical follow-up, and have normal intelligence which allows them to be aware of their limitations and of the criticism of other people. Although there should be individual variability, these aspects certainly determine an increased risk of psychological and social problems, and it is important that the magnitude of these problems be examined from the patients own perspectives.
Despite the limitations of an individual interview, the results obtained in the present study indicate that, similarly to what has been observed in other studies, [6] [7] [8] 16, 17, 26, 29 the patients show difficulty having social interaction and love relationships, are dissatisfied with their physical Turner syndrome: the patients view Suzigan LZC et alii appearance (especially short stature), have low self-esteem, and show concern with infertility.
Concerning the indifference towards the diagnosis of TS, we should question to what extent this may be related to young age at diagnosis, made on average at 10.6 years (which would be compatible with the fact that many patients had not understood the diagnosis at the moment it was established) or whether there could have been some denial or inhibition about exposing their feelings to the interviewer, as occurred with other answers. The fact that the diagnosis did not bring any changes to the lives of 64% of the patients is somewhat curious, since these patients had to undergo several exams and had regular medical appointments, were diagnosed with associated anomalies that had gone undetected until then, in addition to having to come to terms with the possibility of being infertile. Anyway, the positive messages they would convey to patients recently diagnosed with TS show that they have apparently accepted or adapted to the situation.
Although most of the patients said they felt good about having TS, when the question was phrased in a different way, contradictions became evident: two thirds showed specific concerns, especially with infertility or hypogonadism; approximately half of them mentioned negative aspects about having regular medical follow-ups; most of them described themselves using personal characteristics instead of physical ones, which may reveal some difficulty in talking about their appearance; 42% would like to change their physical characteristics, mainly stature and weight; and although many of them were in late adolescence and early adulthood, they still hoped to grow in height or develop secondary sexual characteristics.
Limitations on social interaction, as observed by other authors, 18, 19 are blatantly obvious when there is a predominance of individual activities and an urge to have a bigger circle of friends. Furthermore, most of the patients do not have a love relationship, and almost half of them believe that they would not have social interaction problems if they did not have TS.
Therefore, it is crucial to help patients to identify their social interaction difficulties and to teach them how to tackle them so that they can have social and love relationships that are satisfactory to them. It is also important to advise families not to overprotect their children, which increases their dependence and immaturity, but to treat them as normal individuals, thus minimizing their psychosocial difficulties. Psychologists and all the health care professionals involved should help families and patients by providing them with medical information and/or psychotherapy.
Even though the information about TS has been regularly provided since the diagnosis was established and despite 9.5 years of follow-up and several meetings with other TS patients on every appointment, the interviewed patients showed dissatisfactory knowledge about their medical condition, which suggests an intrinsic difficulty in understanding or accepting the disease. Thus, the level of information and knowledge should be regularly checked by the medical staff. Expectations of cure and fertility should be dealt with with the patients, as these issues, together with short stature and low self-esteem, are the most critical, in the patients own opinion. These issues should receive special and continuous attention from the very moment of diagnosis. In our opinion, further studies are needed on the psychosocial aspects of TS in Brazil.
The results obtained here are relevant, mainly due to the paucity of studies with Brazilian patients on this area, and also because they allow more specific studies about the psychological and social aspects of TS to be carried out.
